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Nepypadn

To ovotnua Autopatou Tlevetikov AvaAutr tou oikou Applied Biosystems eivat éva ocvotnua
nNAeKTPOPOPNONG 8 TPXOEWWY, TO OTIOI0 XPNOLHOTIOLElL TO TIOAUPEPEG KAl KOAUTITEL QVAYKEG HOPLAKAG
avaAuonc DNA.

Q¢ umevBuvog EYAI opidetat o NikoAaog Mapwvakng, Emikoupog KaBnyntng tou TpAuatog latpkig, o
oroiog elvat uttevBuvog yia:

e TNV OMAAM KAl eVPUBUN AELTOLPYIA TOU CUCTAKATOC,

e TNV ekmaideuon Kal TOV CUVTOVICUO TOU avBpWwTIlVOU KAl ETIUCTNHOVIKOU dUVAWLKOU,

e TNV emiAuon Bepdtwy Asttoupyiag Tou cuCTAUATOC,

e TN ouvtaén Kat TNV avanpocappoyr/IpoToToinon Tou tapoviog Mapaptruatog Kat

e TNV evNUEPWON TNE ZUVEAEUONC TOU AELToUpPYIKOU-KAWVIKOEpYyaoTnplakou TopEa yia OToLodNTIOTE

Bepa TPoKUPEL OXETIKA HE TNV LPLBUN AelToupYia TOU CUCTHATOC.

AvOpwriivo Auvapiké - Emiotnpuoviko Mpoowtiko

Qg e€e1dikevpévo Emotnuoviko Mpoowrtkd (EM) opicovtal Yowndlot Awddktopeg, Metadidaktopeg n/kat
Epeuvntécg tou Epyaotnpiou Mevetikng kat tou Epyaoctnpiov BloAoyiag tou Tunuatog latpikng mou €xouv
TIAPAKoAOLBACEL ELOLKN EKTIAIdELON XPMONG TOU CUCTHHATOC atto Tov EY.

To EM eivat uttevBLVO yLa:

e TNV EeLPUOUN AsLTOUPYIA TOU CUGTHHATOG,

e TNV avamtuén peBOdWY Kal EPELVNTIKWY TIPWTOKOAWY, CUPPWVA UE TIC EPEVVNTIKEC AVAYKEG TWV
XPNotwy,

e TNV ekmaideuon Twyv XpnoTwy, n omoia duvatal va eival atoptkn f opadikn (TL.X. HECW SLOAEEEWY,
Tapouclacewy, oepvapla/workshops, KAT), avaioya HE TIC AtALTACELG TWV PEBOdWV/EPELVNTIKWV
TIPWTOKOAMWY, TWV XPNOTWV, KATT, Kat

e TNV MapOoXn CUPBOUAEUTIKWY LTINPECIWY 600V adpopd TOV OXEDACUO/ETUAOYH TIPWTOKOAWY, TV
avAaAuon dedopEVWY, K.Q.

e TNpei KATAAOYO TWV XPNOTWYV KAl TOUC EVNHEPWVEL NAEKTPOVLIKA YLa TUXOV TTpoBARpata, dlacthuata
KATA ta omoia to 6pyavo dev eival SLaBECLHO KATT

To ElN givat uTtoxpewpéVo va oeBaoctel TOV MELPAPATIKO OXEOLACHO TWV XPNOTWY KAl va eival SLlaBETo ya
TUXOV UTIEPWIPIEC TIPOKELUEVOU VA BONBNOEL TOUC XPAOTEC OTNV AJLAAELTTTN KAl ATtPOCKOTITN dLEEAY WY TWV
TEPAPATWY, avTioTolxa, ol XPrOoTEC, eival UTIOXPewWEVA va ceBactolV ta wpdpla Tou Emotnuovikoy
MpoowTttikou.

MpocBacn Katxprion

MpolmdéBeon xproNg TOU CUCTAPATOC ATIOTEAEL N LUTTOBOAN OXETIKOU NAEKTPOVIKOU ALTAPATOC ATO TOUG
Xproteg otov EY.

To aitnpa 6a meplauPBdvetar ouvioun Teplypadn TNG TPOTacng xpnong (mepypadn tng
HEAETNG/HEBODOU/EPELVNTIKOU TIPWTOKOANOU KAl TWV OXETIKWY ELBKWYV ATTALTACEWY, OPLOPOC UTIELBUVOU
XPNoTN, KAT).



O YrtevBuvog tou EYAN 1 uEAOC TOU epyacTnPiou ETIKOWVWVEL UE TOV XPNOTN WOTE va KaBoploTouv oL
AETITOPEPELEG TOU TIELPAPATIKOU TIPWTOKOAAOU KAl VA TIPOYPAUUATIOTEL N Ttpocpacnh.

O XelPLOPOC TOU CUCTAUATOC YIVETAL ATTOKAELOTIKA aTto PHEAN Tou Epyaotnpiou.
To KOOTOG TWV AVOAWGCTPWY TWV TEElPaPATwyY BapuveL TOUG XPrOTEG.

O xpnoteg amodexovtat tov MNpotuto Kavoviopo tou EYAI tou AMNO kat opeidovv va akoAouBouv TG
0dnyieg Xprnong tov cuoTuatoc.

Ta XPOVIKO dlAcTNUA AdLAAEUTTNG XProNC amo KABe xprotn dev ival duvato va uTtiepRaivel TIg 2 EpYACLUES
NHEPEC (CUVOALKA 20 WPEC). Z€ avtiBetn 8mepimTwon, eMPBANETAL TIPONYOVHEVN ETIKOWVWVIiA/cuvevwdnon
pe to EM kat tov YrtevBuvo EYATT.

OmoLlodNTIOTE ATUXNKA KATA TNV JLAPKELA ULag ETHIOKEYNC/EPYOU TIPETIEL VA AVADEPETAL OTO TIPOCWITILKO KAl
tov YrteuBuvo tou EYATT.

Koéotog cuvtriipnong

To KOGTOC CLVTNPNONG KAl ETIBLOPOBWONC BAABWYV TwV cuoTnudtwy tng EYAM-TMDIH avaAapBdvel o EAKE
AMNO, péow UTIAPXOVTIOG €PELVNTIKOU TIPOYPAUUATOC OTNPLENG Twyv EYAN. Ze mepimtwon PAGBNG Kat
epooov n emdLOPBwon amnd mopoug Tou AMNG yia ta 6pyava avolktig mpoéoBacng dev eivat duvatr, To
KOOTOCG TNG €TOLOPOWONC BAPUVEL TOUG XPNOTEG AVOAOYIKA PE TO XPOVO XPRONG TOU CUOCTHMATOC. 2€
neplmtwon  Tou n BAABN  TPOKANONKe amd AABOC XELPLOHUO  EPEUVNTWY  CGUYKEKPLHEVOU
Epyaotnpiou/KAwikng, To kK6oTog E€w Kat 100% tou cuvoAou Bapuvel To Epyactrplo/KAwikr). To Tocooto
autd kabopidetal pe amopacn NG EMTAPEAOVUC CUVIOVIOTIKAG ETUTPOTAG PETA amod dlepelvnon Twv
ouVBNKWV IOV TIPOKANBNKE N BAABN.

A/A ‘Ovopa Eidoug Zuvtoun Kootog YrevBuvog Tunua O¢on Mapdaptnua
meplypadn - ETKOVWVIAC Xpnong tou
Edappoyeg Email e€omALopOU
ThAédwvo

AYTOMATOZ Zouotnua To kO6oTOC Emik. KaBnyntg NikoAaog | TuAua Epyactipwo | To mapdaptnua

FENETIKOZ nAektpodopnong | e€aptatat Mapwakng, latpikng, levetkng, WV  0dnyuwv

ANAAYTHZ 8 TPLXOEBWV: anod tnv nimarinak@med.duth.gr, AMNO 8.5.15 xpnong

ANATNQzZHZ AMnAouxnon edappoyn ™A 25510-30522 (77522) amooTEMETAL

AANHAOYXIAZ DNA | katd Sanger, pe email

ABI 3500 (APPLIED | Fragment

BIOSYSTEMS) analysis
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OAHTTEY XPHYXHX
AYTOMATOZXZ I'ENETIKOX ANAAYTHX ANAI'NQXHX AAAHAOYXIAX
DNA ABI 3500

O avaivtig elvat £va cOGTNHO NAEKTPOPOPNIONG 8 TPLYOEWdDV, TO 0010 YPNCILOTOLEL
10 ToAvpepéc POP™. Tpéyel ava 8G:8ec (Lo oelpd), To 0moio onpaivel Tmg avé eopd
Tpéyovv 8 delypata.

To ABI sgivor éva pmyévnuo 1o omoio KoAOTTEL TIG avdykec Tov Epyaoctnpiov
[evetkng, aAld elvar kot otn d1dbgomn Kot AAAMV ypnotdv. Bpicketal otov 2° 6popo
tov ktipiov 8 tov llpoxiwvikdv g latpwkrg, oto Epyaotmpio [levetikng, oto
Aopdtio 8.5.12. To punydvnuo propsi va kaivyet Eog 2 ohdkAnpa plates (24 osipég 1
192 detyparta) péca o €va 24mpo. H xpron tov avaivt) yiveTol anokAEIGTIKA Ao
TIGTOTOWLLEVOVS YELPIGTEC.

3500

Ynevbvvog avorvt: Nworaog Mapvaxng, Emik. Kabnyntmge Cevetwng, latpucy,
ATI®
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TEXNIKEZX ITPOAIATPA®EX TOY AYTOMATOY I'ENETIKOY ANAAYTH

ANAT'NQXHX AAAHAOYXIAX DNA

O oVTOHOTOC YEVETIKOG aVOALTAG avayvmong aiiniovyioc DNA o omoiog eivon
OTOPOITNTOG Y10, TN O1EVEPYELX OVAADCEDV:

@)

Eivatr minpovug avtdpatng Aertovpylag & véag teyvoloyiag yio v avdivon DNA
ue 8 tpyyoedn (capillaries),

Yrdpyet 1 dvvatotnTo TPOsdoPIoHoD akoiovdicg DNA > and 850 Pdoelg pe
peydin axpifela (sequencing)

Y7dpyer n SuvototnTo. TPOGOIOPIGHOD PNKOLS Tunudtov DNA pe peydin
akpifewa (fragment analysis).

Elvar mAinpog avtdpatog amd v to0tdypovn @OpTOoT TMV OEIYUITOV £MG TO
TPOGOOPIoUS TNG AKOAOLOIAG 1) TV AVAAVGY UAKOVG TUNHATOV

Xpnotponotel 6 @Bopilovceg yp®OTIKEG Kal v Umopel va aviyvevsel phopiopd
and 1g pBopilovoec ypootikég FAM, HEX, TAMRA, ROX, LIZ,

[Moapéyet ™ péyrom dvvarty opotopopeios BeppHoKpaciog 6To YdPo de&aymyng
TOV OVOADCE®V ®O0TE v epmodileton avopolopoppio Oepuokpaciog  oTIg
dpopeg  Béoelg g kpomAdkog  Kobmg kol eEEMyuévo  cUGTNHOL
OepLLOKPACLOKOD EAEYYOV.

[paypatomolel avtdpatn EOPTOON SEYUATOV amd  OEYHOTOANTTN Ue io
TAOTPOpLa, oV va déxetar 2 X 96 1 1 X 384-0Becemv LuKpomAdKeS MGTE VoL
eEao@ariletol 1 pHEYLOTN amodoTIKOTNTO

H exmopmi onpatog emtvyydvetol pécm laser otepeds katdotaong pe peydio
xpovo Camg

H toydmta tov avaivt yuo v encéepyacio 8 derypudtov eivar og 40 Aemtd yio
TIC EPaPHOYEC sequencing TovAdyiotov 600bp kot yio fragment analysis

O avaAvtig dabétel ocvotnpo avayvoplong Etiketdv Padiokvudtov (RFID)
MOTE VO EMTLYYOVETOL 1) CVTOUOTI OVAYVOPLOT TOV OVOAOGIH®V Kol 1
TOPOKOAOVONGN TNE YPONE KO KATAVAAWDGCTG GVTAOV.

Mo ™mv oviloyn kol amobfkevon tov oOedopévov, odlatifetar GOyypovo
VIOAOYIGTIKO VGt 6 TepBdAiiov Windows 7

Yuvoodevetal omd TOKETO TPOYPLUUATOV eXeEePYOsiag Kol avAAvong 0ES0UEVOY
Y. GOYKpLoN aAANAovy DY Pdcemv (comparative sequencing) kot oviyvevon
oNUeEWKOV petaAldéeny & etepoluymtdv, Yoo v ovdivon rRNA kot
toyovdplakod DNA, ywo yaptoypdenon ovvdeong (linkage mapping), yio
TOGOTIKOTOINGT SEIYUAT®V KOl LETPNONG TOV PUNKOLS Tovg (fragment sizing).
[Mapéyovtal amd Tov TpounbevTh T0 AVEAMGILLO TOV OVOADTH TOV Elval ovaryKaio
v v dteoyoyn Tov INTOVUEVMVY avaADGEDV.

Y7 pyovv GUeca 100G OVTOALAKTIKA.

[Mapéyetar TANPNG TeYVIKT VTOGTHPIEN Kol GLEGT) OVTATOKPLOT OO E0IKEVUEVO
TEYVIKO TPOGMNIKO EKTALOEVUEVO KOl TIGTOTOULUEVO OO TOV KATAGKEVAOTY.
Yvvodevetal and otadepormomn tdong (UPS).
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XEIPIEMOX ANAAYTH

Avovypo-Evopén:

[ )

Avowypo tov H/Y omd 10 wovumi tng povadag, Ctrl+Alt+Del éwog v
ELPAVION TOV XPNOTOV.

Avorypa tov avaAvth omd to kovpni ON/OFF péypt to moptokaii emg va
yiver Tpdoivo.

Xvvdeon oto  hoyaplooud Tov  ypniotn  Administrator pe  K@OKO:
Administrator.

Avopovn pEpt vo gopTmBodV T TPOYPALLATO, INACOT LEXPL VO ELLPAVIGTEL
npdowvo check oty KheyHdpa KaT® de1d 6TV 006V TOL VIOAOYIGTH.
Avorypa tov mwpoypdupatog ABI 3500 amd 10 ewkovidio oV emipaveln
gpyaciog

H mpdtn 006vn tov mpoypdppatog eivat to Dashboard, 6mov Bpickovtot OAeg
ot TAnpoopieg Yo v emdpkele tv avidpactpiov, [Hoivuepés (POP),
PuOuiotikd dvdivpo Avodov/Kabddov, Tpryocidn (Capillaries).

Kotd v évapén tov avaivti 1| petd and 6-8 dpeg un xpriong, Tpotivetal vo
vivetoun fill array pe moAvpepé.

Maintenance-> Maintenance wizards-> Fill array with polymer ->
AxorovBovvTol ot 0dnyiec OTmS speovilovTat amd T0 GUGTI LA

Emotpoon oto Dashboard

Anmovpyio avaiveng:

Amo v 006vn Tov Dashboard: Create new plate

SOUTANPGOVELS 6TV TPd TN oepd: MG 2019-01-29pL.2020

Emuiéyeig ot Agotepn oepd Sequencing 1| Fragment (Fragment 7 MLPA)
avdioya e To 100G TG AVAALGNG

Assign plate contents

SOUTANPOVELS TO, 6TOotKElo oty 00dvn Tov plate avéioyo pe T O TOV
GLV0deEL TO plate.

Amo to Assays emidéyelg add from library ko avaioya e to €idog avdivong
KoL Sy IAT®V EMAEYELG:

Sequencing Programme
[potdvta 5S00-700bp POP7_3.1SEQ_50cm
[potdvta peyardtepo and 700bp POP7_3.1SEQ_50cm 2500sec
[Ipoidvta pikpdtepa amd S00bp POP7_3.1SEQ_50cm_MINI
Fragment/MLPA
[Ipoidvta péypt ~500bp LIZ AB Fragment Analysis (10 gpyoot.)
[potdvta peyardtepo and 700bp Fragment POP7 (inj_2.5KV_20 RUN
3000s)
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Amnd 1o File name conventions emAéyeic add from library xot emiéyeig
WELL-SAMPLE 7 Sample-well avéloya pe 1o mog 0érelc vo eppaviCovron
T OVOLOTO TV TNYAOLDV GTO. ATOTEAEGUOTA.

Amd 10 Results Groups emidéyelg add from library xou emidéyelg Tov ypnot
NG AVAALGTC.

Eméyeic ta keMd TOL OVTIGTOLYOVV GTO MIITO KOl TGEKEPELS OVTE OV
eméleec amd TV kaOe PLpAtoOn K.

Tomnobeteig to mdto pe 6to €181K6 rack OTMC 6T PAOTO KOl TO KAEIVELS e TO
€101KO UOTPO KOTAKL.

Kakeic ) Pdon tov avaivt) natdvog to kovuni TRAY mov Bpioketor otov
OVOALTN KOl 0VOLYELS TV TOPTOL.

Tomnobeteig 10 rack ot Pdon Tov AVOALT OTOSC TN PAOTO Kot KAEIVES TNV
TopTO.
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Amd tov vmoroyiotn emhéyelg Link Plate kot og oonyei otnv kaptéra Load
plates, 6mov cupmANp®OVEIS TO dvopa TOV PaKELOL oV Bo amobnKevTovV TO
dedopéva, Run 2019-01-29p1.2020 16.00

Emiéyeig Create injections kot oe odnyel oty koptéia Preview run émov
eLEYYELS OV EXEIC EMAEEEL GOGTE TO TPOYPOLLLLL, TO TYAdL0, TO YPNOTY.
Emuéyeic Start run kot n avaivon Eekiva.

2 eoppo tov mdtov avoypdeetor: GL 2019-01-29pL.2020 war Run 2019-
01-29pL.2020 16.00.

2 eopua xprong tov ABI umpootd omd tov VToA0YIGTY GLUTANPGVOVTOL Ol
GEPEG TTOL YPNOLOTO ONKAY Kol 0md TOLdV PN oTH).

[Mave 6e&16 PAERELS T YpOVIKT] SIEPKELL TNG OVAALOTG.

Téhoc avalvonc-lloparafn dedouévmv:

Metd, To TEAOG TNG AVAALOTG 0L GEPEG 0TIV KOPpTELS Monitor run eivot PmAe.
Amd v kaptého Load plates emidéyeig unlink ko Byalelg to midto amd
Baomn kot to rack, émwc to EPaiec.

Amd 10 eakelo Data otnv empdvewn epyaciag, avoiyeig to edkelo Medical
genetics Kol KAVELG OVTLYPOQN/EMKOAANGT TOV QakéA®V Tov OEAElS vo
nmaporapelg oe CD kot Burn to disk.

Ta dedopéva petapépovtal oto eakero Public->ABI3500->DATA->ETOX

Ta dedopéva pmopovv va avadvBovy pe Katdainio tpoypdppato (Chromas, BioEdit,
GeneMarker x.a.).

Avaloocwa:

PuOpiotikd dtodvpoto avodov/kadddov:

Metd, T0 TEPAG GUYKEKPIHEVOL OPLOLOY OvaAVGE®Y 1) Nepounvio ANENG Twv
SLAVUATOV 0VTE TPETEL VA ovaveEmBOvV.

[No ™mv ka00do motdc to kovunmi TRAY xon Bydleic to drapovég doyeio omd
) Paon.

Bydleig ta yrpt kamdkio Kot o TonobeTeic 610 vEo.

Tonobeteig to véo doyeio otn fdon Tov AvoAVTH.

2V KePAAL TOL AVOAVTY APAIPEiS Le TPosoyN X@pic va ayyigelg T ot g
vV To dtopaveg doyeio.

AoV €yelg apalpEceL TO VYPO amd TO LKPO LEPOC TOV d0YEIOV GTO HEYEAO,
tonobetelg To VEO doyeio OTIG KATAAANAES EYKOTES LLE TPOGOYN.

Emléyeic Refresh amd to Dashboard tov vroioyiory.

To dwdduaroa Ppiokovar aro yoyeio ato Epyaatipio I'evetikig.
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[Tolvuepéc POP7:

Metd 10 mEPAG GVYKEKPIHEVOL aplOUOy avaAdcE®V 1) Nuepopnvio. ANENS Tov
TOAVLEPOVS OVTO TPETEL VA, AVOVEMOETL.

Amd to Dashboard emidéyeig Maintenance->Maintenance wizards-> Replenish
polymer

AxolovBeig Tig 0dnyiec dmmg eppaviovtal oty 006vn.

Ta dwlvpaze Ppickovrar ato woysio ato Epyactipio [evetikijg.

Tpuyoetdn:

°

Metd T0 mEPAG CLYKEKPLUEVOL aplOpoD avarbeemy 1 nuepopnvio AnENG Tov
TPLYOELOOVG OVTO TPETEL VL 0VOVEDOEL.

Amd 10 Dashboard emidéyelg Maintenance->Maintenance wizards->Install
Capillary Array

Meté v aAloyn tov Tpryocd®v omotteital calibration. Ao v KopTéia
Calibrate emAéyeic Spatial yio Tov €heyyo TV TPLYOEWODV.

Metd, TV OLOKAP®GT TOL EAEYYOL ATOJEXEGUL 1] OYL TO OTOTEAEGLATO.
Y7dpyet duvatotnta vo exovainedet to Spatial £ém¢ to intenity vo eivorl Tavem
ano 6000.

Metd to Spatial axorovBovv Ta Spectral calibrations avéioya pe 1o gidog TV
OVAADGEMY TOL £pYOCTNPiov EMAEYOVTOC 6TV KapTéro Spectral

Spectral calibration yw sequencing: Etowdleig 1o Sequence standard
GOUP®OVO, LLE TIG 00NYIEC TOV TPMTOKOAAOVL KOl TO OVOADEIS GTOV CGVOALTH
emiéyovtog Dye Set Z kot chemistry sequenceStandard

Spectral calibration yio LIZ/ROX: Etowdleic to spectral ooupova pe tig
00MYiEg TOL TPOTOKOALOV KO TO AVOAVELG GTOV avaALTH emAéyoviag Dye Set
DS-30/G5 xat chemistry matrix standard.

Ta amodextd spectral calibrations eival 6tav to capilaries éyovv mpdoivo 1
KiTpvo xpdLUQL.

Ta droAbuoro Ppiokoviar oto woyeio ato Epyootipio I evetikig.

Avodvtikég 0onyies yio ™ ypion, ooviipnon, oeAiUaTo. K.o. Tov avaivt Bpiokovial
OTO EPYOTTATIOKO EYYEIPIOLO TOV AVAAVTI.



